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Introduction
Orofaciodigital syndrome type-VI (OFDS-VI) is a very rare autosomal recessive disorder distinguished from other types of OFDS by cerebellar dysgenesis and manual central polydactyly with y-shaped central metacarpals. [1] The syndrome was first reported by Varadi, et al. [2] in six children in an endogamic gypsy colony of Hungary. OFDS-VI is currently classified as one of the Joubert syndrome-related disorders [3] because of similar clinical presentation and presence of the molar tooth sign (cerebellar vermis hypoplasia and brainstem anomalies) on neuroimaging. Here, we report, for the first time in India, a case of OFDS-VI (Varadi-Papp syndrome) with some additional merits like early diagnosis in the neonatal age and presence of several y-shaped meta-carpals.
Case Report
A 17-day-old girl was admitted with chief complaint of episodic respiratory distress noted since the second day of her life. The baby was born out of nonconsanguinous marriage, by normal delivery at term, to a primigravida mother with an uneventful pregnancy, and cried immediately after birth. There was no maternal history of teratogenic drug or radiation exposure. No antenatal ultrasonography was done. After her birth (weight 2000 g) in a rural hospital, congenital malformations were first noted. The family history was negative for congenital anomaly and mental retardation. On admission her weight was 1750 g (SGA), length 42 cm (<5 th centile), OFC 32 cm (<5 th centile), and respiratory rate was 42/min with episodic panting type of respiration, with rate up to 100/min lasting for 1-3 minutes, followed by apnea for 12- both postaxial [2, 4, 5] and preaxial [4, 6] manual polydactyly are common, as are clinodactyly and syndactyly. [4, 5] The feet usually show preaxial-polydactyly [2, [4] [5] [6] without [6] or with cutaneous syndactyly. [4, 5] Oral findings commonly include lingual or sublingual-lump/nodules, [2, 4, 5, 7] oral frenula, [4] and highly arched and/or cleft-palate. [2, [4] [5] [6] Common facial features are cleft-lip, [2, 4, 6] broad nasal tip/bridge, [2, 4, 5] hypertelorism, [2, 4, 6] epicanthic folds, [2, 4, 5] abnormal eye movements, [4, 5, 7] strabismus, [2, 4] and low set ears. [2, 6] Psychomotor retardation is almost universal with rare exception. [4] Episodic tachypnea, [4, 7] hypotonia and/or ataxia, [2, 4, 5, 7] growth failure, [2, 4] and deafness [4] are often reported. Hypogonadism and/or cryptorchidism with micropenis, [2, 4] hypoplastic epiglottis, [6] aortic stenosis, [2] hypothalamic hamartoma, [7] and subcortical-heterotopias [7] are also noted. Pallister-Hall syndrome (PHS) is considered as one of differential diagnoses. [1, 4] Prenatal diagnosis of the pregnancy at risk is possible [4, 10] and advisable, and termination of pregnancy is indicated [11] as the prognosis is almost always poor -either early death or survival with psychomotor retardation.
Conclusion
Orofaciodigital syndrome type-VI, a rare genetic disease with poor prognosis, should always be considered 
